W. E. P., male, aged 33. " Raised spobs " have been present on his body as long as he can remember; one on right forehead appeared in boyhood and numerous " freckles " on trunk also appeared in boyhood, after scarlet fever. Curvature of spine was noticed when he was aged about 14. About five years ago began to experience difficulty in picking up small objects; also became unsteady in walking.
Over the trunk are numerous typical neuro-fibromata and " caf&-au-lait " patches.
Larger subcutaneous tumour on right arm at lower border of deltoid. No thickenings of nerve trunks in limbs have been found. Sense of position is defective in both arms and in toes of both feet. Stereognosis greatly impaired in both hands. Tendon-jerks exaggerated; the plantar reflexes extensor; gait slightly ataxic. Superficial sensation everywhere normal.
Abnormality of the left optic disc (opaque nerve fibres).
Marked kypho-scoliosis. Bones of limbs show no deformity. Features of face are " coarse " compared with the condition shown in a photograph of patient taken at age of 22, and hands are broad.
The patient's brother has several neuro-fibromata on the face. Patient, female, aged 38, a dancer, three months ago accidentally noticed that there was some wasting in left upper arm. About four weeks later became aware that the arm was weak, especially in movements at shoulder-joint. One month ago similar wasting seen in left thigh, and she found difficulty in supporting herself on that leg alone. Within the past two weeks the right upper arm has appeared to become affected in same way.
On examination, a bilateral and symmetrical atrophy of subcutaneous fat is noticeable in patches, especially in upper arm, below insertion of deltoid, and in outer aspect of thigh. The affection is much more obvious in the left limbs. Associated with the loss of fat there is some diminution in the bulk of the underlying muse.les with some impairment in their power. No alteration in sensation or reflexes has been discoverable.
No abnormal pigmentation: skin everywhere normal in consistency and not indurated. No abnormal hardness to be palpated in muscles or subcutaneous tissues.
Family history: NTil ad rem. Previous health uneventful, except for arthritis of left knee in 1922. for which patient was treated with vaccine. This case is shown partly for the interest of the vertical nystagmus, but chiefly because of the difficulty in diagnosing the actual disease-process.
Disseminated sclerosis is regarded as the most likely diagnosis, but the speech is by no means typical and no fluctuations have characterized the course of the patient's illness which has been slowly progressive. Syphilitic mesencephalitis was considered, but the normal pupillary reactions, as well as a negative blood Wassermann reaction, are against this. The signs and symptoms appear too selective to be due to a vascular lesion; also, the condition is progressive. Very tentatively the suggestion is made that the condition may be an atypical form of heredito-familial ataxia. All signs would thus be explained.
Recently the patient had a ".fit," with no loss of consciousness. During this, his back muscles went in a tonic-spasm and remained so for some hours, producing partial opisthotonos. As the patient probably has a mesencephalic lesion, it is possible that this was a "tonic-fit C. H., male, aged 37, noticed diplopia two and a half years ago, which at first was corrected by glasses but has steadily become worse.
One year ago had sore throat which did not clear up with ordinary treatment, and left behind dysphagia with nasal regurgitation of fluids and alteration in voice, which has become nasal and thick in character. General wasting and atrophy of all the skeletal muscles during past year.
Visual acuity normal; fields full to rough tests; discs pale and clearly defined. Pupils large, equal, central and circular; fixed to light and on accommodation. Extreme bilateral ptosis, righu greater than left.
External ocular movements limited; no lateral movement and only slight range on looking up or down. When the eyelids are passively elevated there is diplopia, which the patient has ingeniously overcome by the judicious application of a piece of adhesive plaster extending from the right side of the forehead to the right upper lid.
